SUMMARY A 10½/2 year old female with skeletal abnormalities was referred for genetic consultation because of learning disabilities and a suggestion of 'Turner-like' stigmata. Cytogenetic analysis revealed a paracentric inversion of an X(q13.1q26-1) chromosome.
Before the advent of chromosome banding techniques paracentric inversions were virtually undetectable. Although high resolution banding is now being used regularly to detect small structural rearrangements, paracentric inversions apparently remain relatively rare No abnormalities were noted at birth, and early developmental milestones were considered to be within normal limits. Learning difficulty, however, became apparent at school age, and the patient has always been in special schools for the neurologically impaired. She has minimal brain dysfunction with gross and fine motor incoordination as well as visual perceptive defects. At the age of 9 an abnormal gait was detected and she was referred for orthopaedic evaluation. The left femoral head was consistent with osteonecrosis and acetabular dysplasia, and mild thoracic scoliosis was noted. An and the upper breakpoint in our patient is at band Xql3-1. Since the patient was prepubescent and surgery was imminent, a complete endocrine evaluation was declined by the family. It will be important to follow her progress over the next few years, and if puberty does not ensue, efforts will be made to obtain the endocrine studies. Should she achieve spontaneous sexual maturation and menarche, we could not predict with certainty the phenotype of any offspring, but it would seem reasonable to assume that fertility might be reduced. Unequal crossovers within the loop of the inverted chromosome could result in unstable derivative chromosomes. In addition, liveborn children with multiple anomalies due to rearrangements of duplication or deletion might result, for which antenatal diagnosis could be performed. 
